Trisomy 16 is thought to be incompatible with fetal survival. A boy with mosaic trisomy 16 who lived for 11 weeks is reported. Chromosome analysis was carried out on skin fibroblasts grown during life and confirmed on samples taken at necropsy. We believe that this is the first report of mosaic trisomy 16 that has been confirmed by cytogenetic banding. The baby required ventilatory support for the first three weeks because of respiratory distress, and was then maintained with oxygen given by headbox for a further three weeks. The respiratory insufficiency was thought to be caused by restriction from kyphoscoliosis. A ventilationperfusion lung scan carried out at 8 weeks showed equal ventilation bilaterally, but with reduced ventilation in the upper zones. There was a discrepancy between ventilation and perfusion in the right upper zone, which was underperfosed.
Trisomy 16 is the most common autosomal anomaly seen in early aborted fetuses, but has been thought to be incompatible with full embryonic development; empty sacs and disorganised embryos are usually seen.' There are reports of putative full and mosaic trisomy 16 but none confirmed by cytogenetic banding studies. We report an abnormal baby boy born alive with mosaic trisomy 16 who survived for 11 weeks. The baby required ventilatory support for the first three weeks because of respiratory distress, and was then maintained with oxygen given by headbox for a further three weeks. The respiratory insufficiency was thought to be caused by restriction from kyphoscoliosis. A ventilationperfusion lung scan carried out at 8 weeks showed equal ventilation bilaterally, but with reduced ventilation in the upper zones. There was a discrepancy between ventilation and perfusion in the right upper zone, which was underperfosed.
A loud pulmonary second sound and forceful left parasternal impulse were noted at birth; a pansystolic murmur was audible at the lower left sternal edge from 4 weeks. An echocardiogram showed a small perimembranous ventricular septal defect, which seemed to be closing by apposition of the tricuspid valve tissue.
Appearance ofinfant with mosaic trisomy 16 The infant was fed initially by nasogastric tube, and subsequently by bottle from the age of 8 weeks. Despite a maximal milk intake his weight gain was slow and erratic. He gained just over a kilogram during the 11 weeks of his life, and weighed 2610 g at the time of his death.
He was always socially unresponsive and was never seen to smile. He was hypotonic with no head control ('rag doll-like'). He was visually attentive and had normal non-corneal electroretinograms, with bilateral cortical visual evoked potentials to flash stimuli. He did not respond to sound; auditory evoked potentials at eight weeks were inconsistent. An electroencephalogram showed no abnormality.
At 11 weeks his inguinal hernia became difficult to reduce and surgical repair was indicated. He was by that time clinically stable, and had been breathing air spontaneously for five weeks. The endotracheal intubation for general anaesthesia was extremely difficult, and the patient became hypoxic and had a cardiorespiratory arrest. Resuscitation was unsuccessful.
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